Complete androgen insensitivity syndrome is a rare X-linked recessive disorder. In patients with this syndrome, testicular tumors, especially seminoma, may develop after puberty .Gonadal malignancies like sertoli cell tumor, yolk sac tumor; embryonic teratoma and unclassified sex cord stromal tumor are rare in these patients. We present here, a case of complete androgen insensitivity syndrome with sertoli cell adenoma in a 25 years old patient who presented to us with history of primary amenorrhoea and bilateral inguinal swellings and was managed with bilateral gonadectomy.
Introduction
Complete androgen insensitivity syndrome (CAIS) also known as testicular feminizationsyndrome is one of the rare developmental abnormalities which results from the point mutations in both coding and gene 1 . Clinically this condition is difficult to diagnose in childhood but suspicion should noncoding regions of the androgen receptor be raised when a female patient presents with primary amenorrhoea. The absolute risk of developing a testicular neoplasm in subjects with this syndrome is estimated to be 3.6% at the age of 25 years 2 . In patients with this syndrome, testicular neoplasms develop after puberty with seminoma being the most common histological type. Here we report a case of CAIS with unilateral sertoli cell adenoma. ____________________________________ Correspondence to: Dr. Prakash Sharma, MD, Department of Radiology and Imaging, Manipal Teaching Hospital, Pokhara, Nepal E mail: prakashshrm@yahoo.com
Case Report
A 21 years old female patient presented to the Nepalgunj Medical College Teaching Hospital with complaints of primary amenorrhoea. On examination, she was averagely built with minimal axillary and pubic hair. Bilateral breasts were small in size. Examination of genitalia revealed roomy, blind ended vagina. There were well defined, oval, mobile, firm, non tender swellings of about 4 x 3 cm in the bilateral inguinal regions (Figure 1 ). She had luxuriant scalp hair without balding. Ultrasonography of the abdomen and pelvis revealed absence of uterus and bilateral ovaries (Figure 2 ). High resolution ultrasound of the inguinal region revealed well defined, oval lesion bilaterally. Echotexture of the lesions were like that of testis .Small (5mm), well defined, hypoechoiec lesion was seen within the testis in the right inguinal region ( Figure 3 the right testis and is composed of small tubules populated mostly by immature sertoli cells and leydig cell in the stroma. These foci were referred to as sertoli cell adenoma ( Figure 6 ). Marked fibrosis was seen at places heavily surrounding the tubules. After gonadectomy she was reared as female. The patient is still being followed up regularly and she has no complaints.
Discussion
Complete androgen insensitivity syndrome is characterized by phenotypic female with 46XY karyotype, presenting with primary amenorrhoea, adequate breast development and absence or scanty pubic hair or axillary hair. The vagina may be shorter than normal and ends blindly. This condition was first described by Morris as testicular feminization 3 . In our condition all the criteria were met. Like in our case most of the cases are diagnosed in postpubertal stage due to the primary amenorrhoea. Sometimes inguinal hernia may be associated with the condition. But in our case, it was not seen. The gene responsible for creating the AIS phenotype has been localized to the proximal, long arm of the X chromosome at Xq11-12. There are four functional subsections, and eight exons, within the 110-kDa androgen receptor (AR) protein. Approximately 70% of AR mutations are X-linked recessive 4 . Knoke et al 5 reported two siblings with CAIS, Sertoli cell tumors, and an A (870) E mutation of the AR gene. They suggested that the A (870)E mutation in the AR gene could be the cause of the development of Sertoli cell tumor. Women with mullerian agenesis also presents with primary amenorrhoea but they have normally developed ovaries and pubic and axillary hair 6 . Various locations of testes have been mentioned in patients with CAIS. One study showed that out of 52 patients with the complete androgen insensitivity syndrome diagnosed 35 (67%) had abdominal, 16 had inguinal and 1 had labial testes 7 . In our case, both the testes were present in the inguinal regions.
Magnetic Resonance Imaging (MRI) is considered as the gold standard investigation in cases of CAIS. But ultrasound abdomen and pelvis (USG) has got important role as the first line of investigation. USG can detect developmental abnormalities like absence of uterus and cervix and presence of testes in the abnormal location. High resolution USG can also detect intratesticular lesions like seminoma. Beside these findings, USG is also helpful in detecting congenital abnormalities of the renal system which may be associated with CAIS. In our case, due to the cost factor of MRI, only USG abdomen and pelvis was done which showed the above mentioned features without any renal abnormality 8 .
Complete androgen insensitivity syndrome is often associated with sertoli cell tumour. To the best of our knowledge till now 21 cases of sertoli cell tumour in patients of age-group 17-82 years associated with complete androgen insensitivity have been reported. Out of the 21 cases, 20 were reported to be of benign variety and one was advanced malignant disease . histopathology suggested benign lesion in the right testis.
The incidence of gonadal tumor (e.g.seminoma) is 3.6% and 33% at the age of 25 years and 50 years, respectively. Hence the recommended management is gonadectomy. It should not be performed before puberty because of its low risk of malignancy in pre-pubertal stage. Also it aids in the development of feminine secondary sexual characteristics 9 .
Conclusion
In conclusion, complete androgen insensitivity syndrome is a rare clinical entity. Occurrence of sertoli cell adenoma is still rarer. Gonadectomy should be done after puberty to prevent the risk of development of malignancy in the testes.
